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background: Hypertrophic cardiomyopathy (HCM) is the most prevalent (0.2%) heritable, genetic cardiovascular disease. Aortopathies also 
represent a spectrum of familial inheritance with prevalence of ~4%. However, prevalence of aortopathy in HCM patients has not been previously 
described.
Method: Clinical database of all patients referred to our hypertrophic cardiomyopathy center was retrospectively interrogated. Aortopathy was 
defined as aortic diameter ≥ 4 cm for males or ≥ 3.7 cm for females. Patients with bicuspid aortic valve or clinical features of a connective tissue 
disorder were excluded.
results: Of 178 HCM patients seen from 7/2010 to 9/2013, 26 (15%) met the definition of aortopathy (mean age 56.8 ± 12.7, 80% male, mean 
aortic diameter 4.2 cm in males and 3.9 cm in females, n=18 (69%) with left ventricular outflow tract obstruction). Aortic regurgitation was noted 
in 10 (38%). Genetic testing was performed for thoracic aortic aneurysm and dissection (TAAD) in 5 patients, of whom 3 (60%) had a TAAD gene 
mutation detected (FBN1, MYH11 and SMAD3). One patient underwent combined myectomy and ascending aorta grafting. Significantly different 
characteristics between HCM patients with or without dilated aorta are shown (Table); remaining characteristics, including hypertension, were 
similar.
conclusion: A novel association of HCM with aortopathy (15%) was detected in our HCM patients. Further studies will define the genetic and 
pathophysiologic basis and implications of this association.
